[Analysis of copy number variations in 66 children with unexplained mental retardation/developmental delay using chromosomal microarrays].
To investigate clinically relevant copy number variations (CNV) in patients with unexplained mental retardation/developmental delay (MR/DD) through chromosomal microarray analysis (CMA). Sixty-six patients with unexplained MR/DD were analyzed with CMA. All identified CNVs were verified with database of genomic variations (DGV), DECIPHER, ISCA and the literature. Nineteen clinically relevant CNVs were detected among the 16 individuals. The diagnostic yield for the MR/DD patients was 24.2%. The most common abnormality was Phelan-McDermid syndrome (3/16, 18.8%), which was followed by Prader-Willi syndrome/Angelman syndrome (2/16, 12.5%) and Wolf-Hirschhorn syndrome (2/16, 12.5%). CNVs are one of the most common causes for unexplained MR/DD. CMA can improve the detection rate of CNVs and confer genetic testing with greater sensitivity in elucidating the diagnosis for unexplained MR/DD.